The patient's biological parents were married for approximately 10 years and divorced when the patient was 8. The patient lived with his father and older sib for 3 years and then was placed in a residential treatment facility until discharged to his mother 4 months before this admission. Both parents have remarried and the older sib is currently residing in a residential treatment facility.
Family history is significant for the sib, an aunt, and a cousin having received psychiatric treatment. The patient's mother is described as double jointed.
Examination at the time of admission revealed a cooperative white male in no apparent distress. Vital signs were normal. His height was 157 cm (25th centile) and weight 44* 5 kg (25th centile).
Significant findings included hyperextensibility of the joints (fig 1) , particularly the wrists, ankles, and temporomandibular joints. Fingers and toes were elongated. There were several well healed parchmentlike scars over both shins. Skin texture was somewhat velvety. Eye examination was positive for intermittent exotropia, hyperopia, and mild amblyopia. Neurological examination was positive for mild frontal bossing of the skull, bilateral hyperreflexia, a mild right hemiparesis, and an unusual gait. Hearing was normal bilaterally. Laboratory studies revealed normal electrolytes, liver function, and CBC. SUMMARY Cases in which there are more than three copies of a sex chromosome, and rarely of an autosome, have been reported, but to our knowledge hexasomy has never been described except in tissue undergoing neoplastic change. This report describes a female infant with multiple malformations in whom we found a mosaic hexasomy 21. This was first detected in amniotic fluid cells and subsequently in skin fibroblasts.
Case report Spontaneous delivery of this female infant occurred at about 36 weeks' gestation. Birth weight was about 4000 g and the head circumference was 34 cm.
Respirations were gasping and irregular and there was acrocyanosis with dusky discolouration of the lips. The anterior fontanelle was large and cranial sutures, including the metopic, were widely open. Despite its circumference, the head appeared small in comparison to the body. There was marked hypertelorism with short upward slanting palpebral fissures. The globes were small and the corneae cloudy. There was a right sided cleft of the lip, complete cleft of the palate, and marked nasal hypoplasia. The ears were low set and rotated, and the lobes were fleshy. The neck was short with redundant soft tissue folds posteriorly.
The chest was narrow with hypoplastic nipples. The heart was normal on auscultation. The sternum was of normal length. External genitalia were normal female and the anus was anteriorly placed. The spine appeared normal.
The upper limbs were hypotonic and abnormalities were confined to the hands. Both thumbs were triphalangeal and the fingers were tapered with hypoplastic nails. There was camptodactyly of fingers 4 and 5 on the right and clinodactyly of the right second and left fourth fingers. There were simian lines bilaterally. Dermatoglyphs were unremarkable.
The lower limbs were hypotonic with prominent heels and a midplantar vertical crease bilaterally.
The baby died shortly after birth. Necropsy confirmed the physical observations. The heart was normal on gross examination and the brain on gross and microscopical study. X-ray examination failed to reveal any skeletal abnormalities and confirmed the clinical impression of borderline microcephaly.
The mother and father were both aged 36 and in good health. There had been two previous pregnancies, one ending in an early spontaneous abortion and the second with a normal female whose development has been entirely normal. There was no other relevant family history.
The pregnancy had been unremarkable except for an influenza-like illness early in gestation which lasted about one week. An amniocentesis was requested because of maternal age and was per- 
